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Abstract Case Report |

Peutz-Jeghers syndrome (PJS) is characterised by the association of hamartomatous digestive polyposis and
mucocutaneous lentiginosis. Patients are at risk of mechanical and haemorrhagic complications. It is a syndrome
predisposing to cancer. We report the case of a 44-year-old man with a history of brown pigment stains around the
mouth at the age of 10, which disappeared in adulthood, followed by bowel resections at 3, 16 and 18 years of age for
occlusive episodes, having presented a month ago with diffuse abdominal distension complicated within three days by
an occlusive syndrome with abdominal pain of moderate intensity, with no other associated digestive signs including
digestive or extra digestive haemorrhage, all evolving in a context of altered general condition with weight loss. On
clinical examination, the flanks were dull, there was diffuse abdominal tenderness and a median laparotomy scar. The
patient underwent FOGD and colonoscopy, which revealed a mucosa lined with gastro-duodenal and colonic polyps of
varying size and suspicious appearance. A biopsy of these polypoid formations was performed, confirming Peutz-
Jeghers syndrome. A cytological and immunohistochemical study of the ascites fluid found atypical carcinomatous cells.
In the literature, Peutz-Jeghers syndrome may be revealed clinically or at the stage of complications such as
haemorrhage, intussusception or intestinal obstruction. As in the case of our patient, who presented with an occlusive
syndrome with no detectable digestive haemorrhage. Peutz-Jeghers syndrome is a rare condition. However, it is
important for clinicians to be aware of it and to consider its possibility in cases of occlusive syndrome with peri-orificial

lentiginosis in young adults.
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INTRODUCTION

Peutz-Jeghers syndrome (PJS) is characterised
by a combination of digestive polyposis and
mucocutaneous lentiginosis, predominantly periorificial.
It is a rare, hereditary, autosomal dominant condition. It
is sometimes associated with malignant digestive or
extra-digestive tumours. Intestinal polyposis is the
essential component [1]. We report the case of a 44-year-
old man who presented with an occlusive syndrome over
intestinal polyposis, revealing Peutz-Jeghers syndrome
with signs of peritoneal carcinosis.

The aim of this study is to gain an understanding
of this syndrome, its main complications and therapeutic
advances in the management of this syndrome in the light
of a review of the literature. We will also highlight the
importance of periodic monitoring to detect the
occurrence of cancer.

OBSERVATION

This is a 44-year-old man with a history of
brown pigment stains around the mouth at the age of 10,
which disappeared over time into adulthood, then notion
of bowel resections at 3, 16 and 18 years for occlusive
episodes, consulted emergency for diffuse abdominal
distension evolving for a month, This symptomatology
worsened 3 days ago with the appearance of diffuse
abdominal pain of moderate intensity, with no triggering
factor, no connection with eating and no analgesic
position, and no other associated digestive signs, in
particular no vomiting or digestive haemorrhage, all
evolving in a context of altered general condition with
weight loss.

On clinical examination, the flanks were dull
and sloping, there was diffuse abdominal tenderness with
conjunctival sub-icterus, and oedema of the lower limbs
with abdominal scarring; this was evidence of a median
laparotomy.
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The patient initially underwent FOGD and
colonoscopy, which revealed a mucosa lined with gastro-
duodenal and colonic polyps of varying size and
suspicious appearance. A biopsy of these polypoid
formations was performed, confirming Peutz-Jeghers
syndrome, even in the absence of labial lentiginosis.

A cytological and immunohistochemical study
of the ascites fluid was then carried out, revealing a
protein-rich fluid with the presence of atypical
carcinomatous cells.

An abdominal ultrasound was performed,
revealing a very large peritoneal effusion, anechoic,

partitioned in places, with no detectable digestive
thickening.

An additional abdominal CT scan (Figure 1)
showed multiple endoluminal polyps involving the
greco-colonic anes, one of which was obstructive at the
jujenal level.

Associated with this was a very large,
compartmentalised peritoneal effusion associated with
peritoneal implants and significant diffuse infiltration of
the mesenteric and epiploic fat, and thickening of the
peritoneal layers, all suggestive of peritoneal carcinosis.
A macrolitis gallbladder was reported. (Figure 1)

Figure 1: Abdominal CT scan with PDC injection objective:

= Multiple endoluminal polyps involving the grelo-colonic ansae (red arrow), within the framework of Peutz-
Jeghers syndrome (PJS), one of which is obstructive at the jujenal level. (Orange arrow)

= Associated peritoneal effusion of great abundance (star) associated with scattered peritoneal implants, abdominal
adenopathy (blue arrow) and extensive diffuse infiltration of mesenteric and epiploic fat, producing the epiploic
cake sign, with thickening of the peritoneal sheets, in connection with peritoneal carcinosis.

= Macrolitic gallbladder. (Thin arrow)

DiscussION

Clinical criteria for a definite diagnosis of PJS
include the presence of a hamartoma associated with two
of the following three signs: mucocutaneous
pigmentation, small bowel polyposis or a family history
of PJS [1-3]. Pigmentation usually appears in the first
year of life, but in adulthood it may fade and in some

cases even disappear [4]. Pigmentation of the lips and
oral mucosa is a key feature, playing an important role in
early diagnosis. In this patient's case, the pigmentation
consisted of spots on the lips and hamartomatous polyps
in the gastrointestinal tract. However, some patients have
only mucocutaneous pigmentation, which is defined as
incomplete SJP [5].
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The polyps found in SJP generally appear in
adolescence and early adulthood. They develop in the
first decade of life and most patients become
symptomatic between the ages of 10 and 30 [3, 4].
Patients usually present in the first decade with polyp-
related complications such as abdominal pain, intestinal
obstruction, intussusception and overt or occult
gastrointestinal bleeding [6]. Our patient presented with
symptoms of upper bowel obstruction and copious
peritoneal effusion.

The etiology of PJS is unclear. Mutations of the
STK11 gene seems to be responsible for PJS, while STK
11 is a tumor suppressor gene and encodes a
serine/threonine kinase and maps to chromosome
19p13.3[7, 8]. STK11 play a role of tumor suppressor in
cells. Loss of STK11 protein kinase activity is associated
with occurrence and development of tumor. So patients
with PJS have an increasing incidence of malignant
tumors compared with the general population. The most
common malignancy associated with PJS is colorectal
cancer, followed by breast, small bowel, gastric, and
pancreatic cancers, with lifetime cumulative cancer risks
up to 93% [5-9].

In Peutz-Jeghers syndrome, malignant tumors
are considered to appear in adulthood, and rarely occur
in children, this was the case in our patient who presented
with signs of peritoneal carcinosis.[10] . Patients should
be instructed on the need for cancer surveillance, each
patient is scheduled for follow-up abdominal ultrasound
examination (liver gallbladder, pancreas, spleen) every
six months and upper gastrointestinal endoscopy every
three years according to the guidelines for PJS.
Combined endoscopic and surgical treatment has been
reported and is considered to be the best in terms of
quality of life [11, 12]. Surgical resection may
appropriately be used for the patients with giant or
complication of polyp such as obstruction,
intussusceptions or gastrointestinal bleeding.

Recently, some experts have used double
balloon enteroscopy removal small bowel PJS polyps,
which may decrease the need for laparotomy.

CONCLUSION

Peutz-Jeghers syndrome is a rare condition. It is
a syndrome with a predisposition to cancer. Our study
showed  hamartomatous  Peutz-Jeghers  polyps
complicated by several occlusive episodes progressing to
peritoneal carcinosis. Endoscopic polypectomy is of
great value in the management of this syndrome, as it
avoids the need for repeated surgery. A monitoring
protocol must be established for each PJS patient
throughout their life to avoid complications. Although
the frequency of this syndrome is low, it is important for
clinicians to be aware of it and to consider its possibility

in cases of digestive haemorrhage or occlusive
syndrome.
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